Novel mutation identified in the PAH gene.
The investigation of a DNA-amplified fragment of a phenylketonuria (PKU) patient by sequencing reveals a novel mutation in the PAH gene. This mutation represents the deletion of a single base (guanine) localized at the intron 11/exon 12 junction. This newly described mutation may be a frameshift or a splicing mutation. The identified mutation expresses phenotypically as the severe form of PKU.